Delayed puberty was striking in our two older patients (cases 1 and 2). In both, the testes and penis were small and there were no secondary sexual characteristics. Chromosomes were normal. The other four patients were prepubertal, but in one (case 5) there was a rudimentary scrotum and small testes and penis.
The facial features we found most helpful in recognising the syndrome were the prominent incisors with the open mouth appearance combined with the short philtrum. Norio shows that even in the absence of a short philtrum the incisors are enlarged (figs 2 and 4). The primary dentition is delayed but otherwise normal.
Unlike Norio et all' we did not find the lobulus of the ears small. In our patients the ears tended to be large and protruding. Large ears were also reported by Kousseff.4 Tapering of the distal ends of the fingers ( fig 5) and toes has been reported in 33 out of 37 reported cases. The cause of this finding is unclear. In two of our cases (5 and 6) we noted that it was associated with limitation of flexion of the distal interphalangeal joints.
Five of our six patients had ophthalmic abnormalities, the most common of which was strabismus. Three patients had chorioretinopathy and both of the two tested had abnormal electroretinograms. In the first case there was a bilateral colobomata of the lower eyelids with a mottled retina and normal optic discs. In the third case there was retinal dysplasia, bilateral choroidal and disc colobomata, and abnormal optic discs. In the fourth patient there were pigmentary changes in the macula, colobomata of the optic discs, and an orbital cyst adjacent to the right optic nerve was seen on the CT scan.
The pelviureteric obstruction in cases 1 and 5 has not been reported previously and it is possible that this is an additional feature of the syndrome. In the presence of urinary infection or loin pain radiological examination of the urinary tract should be undertaken in this condition.
